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X* An isolated nucleic acid comprising any one of SEQ ID NOs: 1-4, or a 
complementary nucleotide sequence thereof. 
5 2. An isolated nucleic acid comprising at least eight consecutive nucleotides of 

a nucleotide sequence of any one of SEQ ID NOs: 1-4, or a complementary nucleotide 
sequence thereof. 

3. An isolated nucleic acid comprising at least 80% nucleotide identity with a 
nuclei acid comprising any one of SEQ ID NOs: 1-4, or a complementary nucleotide 

3 sequence thereof. 

4. The isolated nucleic acid according to claim 3, wherein the nucleic acid 
comprises an 85%, 90%, 95%, or 98% nucleotide identity with the nucleic acid comprising 
any one of SEQ ID NOs: 1-4, or a complementary nucleotide sequence thereof. 

5. An isolated nucleic acid that hybridizes under high stringency conditions 
with a nucleic acid comprising any one of SEQ ID NOs: 1-4, or a complementary 
nucleotide sequence thereof. 

6. An isolated nucleic acid comprising a nucleotide sequence as depicted in 
any one of SEQ ID NOs: 1 -4, or of a complementary nucleotide sequence thereof. 

7. A nucleotide probe or primer specific for the ABCA12 gene, wherein the 
nucleotide probe or primer comprises at least 15 consecutive nucleotides of a nucleotide 
sequence of any one of SEQ ID NOs: 1-4, or of a commentary nucleotide sequence 

8. A nucleotide probe or primer specific for the ABCA12 gene, wherein the 
nucleotide probe or primer comprises a nucleotide sequence of any one of SEQ ID NO- 7- 
38, or a complementary nucleotide sequence thereof. 

9. The nucleotide probe or primer according to any of claim 7 or 8, wherein the 
nucleotide probe or primer comprises a marker compound. 

10. A method of amplifying a region of the nucleic acid according to claim 1 
wherein the method comprises: 

a) con.ac.ing ft. „ ucIeic acid with , w0 ^ ^ ^ 

n»c.eo„de p rim er „ ybrife at . positfon 0( ^ ^ q[ ^ ^ ^ ^ ^ 
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second nucleotide primer hybridize, a, , position 3- of fite region of fte „ ucleic acid in (he 
presence of reagents necessary for an amplification reaction; and 
b) detecting the amplified nucleic acid region. 

" A method of amplifying a region of the nucleic acid according to claim 10 
1 ^--"^onucleorideprimersaresCectedfrommegroupconsistingof 

a) a nucleotide primer comprising a, leas. ,5 consecutive nucleotides of a 

« ^ ° f ^ °" ° f 1D N ° S: '- 4 ' « - « — *— > -leotide 

.0 NO, 7 38 LTT COmPriS '" g 3 n " C ' e0,ide " ° f "» « * SE « "> 

inus. 7-38, or a complementary sequence thereof. 

comprise!; A " " """^ * ""^ * * «» <*— the kit 

a, two nucleotide primers whose hybridization position is locate, respective* 
and 3 of the region of the nucleic acid; and optionally, 
'5 b) reagents necessary for an amplification reaction. 

selected L ^ " ~ S * **" * «« P™r s are 

selected from the group consisting of 

a) a nucleotide primer comprising at least 15 consecutive nucleotides of a 
nucleot.de sequence of any one of SEQ ID NOs- 1 4 or of , 
20 sequence, ' * com P Ie ««y nucleotide 

NOs- 7 38 ir^r PrimCr C ° mPriSing a nUde0dde ~ ° f «* « - SE Q ID 
JNOs. 7-38, or a complementary sequence thereof 

n-e,hodl pri l mMh0d ° f T' ' — - — * — ■** - 

5 co„ sis :g:r Minsihenuc ' eicacidwi,h "~--* 

nucleotide " 3 n " de ° tide Pr ° be COmPriSi " S " ' eaSt 15 «— *• »*««*. of a 
nucleotide sequence of any one of SEQ ID NOs- 1 4 or 

sequence ftereof, complementary nucleotide 

2) a nucleotide probe as in any one of claims 7-9 

ID NOs- 7 38 I aTT' de """^ " ~ °' ^ « ° f SE Q 

? " 38 ' ° r * c ™P'™™tao. nucleotide sequence thereof, and 
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b) detecting a complex formed between the nucleic acid and the probe 
15. The method of detection according to claim 14, wherein the probe is 
immobilized on a support. 

16- A kit for detecting the nucleic acid according to claim 1, wherein the kit 
comprises 

a) a nucleotide probe se.ected from the group consisting of 1) a nucleotide probe 
comprising a, leas. 15 consecutive nucleotides of a nucleotide sequence of any 
one of SEQ ID NOs: 1-4, or a complementary nucleotide sequence .hereof 2) a 
nucleotide primer aa in any one of ciaim 7 or 9, 3, a nucleotide probe 
compnsmg a nucleotide sequence of any one of SEQ ID NOs- 7-38 or a 
complementary nucleotide sequence thereof, and optionally, 
b) reagents necessary for a hybridization reaction. 

support. 17 ' ^ * aCC ° rdi " g '° '* Wherei " "* PTObe » - a 

18. A recombinant vector comprising the nucleic acid according claim 1 

19. The vector according to claim 1 8, wherein the vector is an adenovirus 

claim 19 A reCOmbtaan ' h ° S ' C ° mPriSi " 8 reCOmbina "' "*» — *• » 

21. ArecombinanthostceUcomprisingmenndeicacidaecordingclaiml. 

sequence f ' SOla ' ed ""^ *" ^ " ""'^ ~*<*« an amino acid 
sequence of any one of SEQ ID NO: 5 or 6. 

23. A recombinant vector comprising the nucleic acid according to claim 22 

24. A recombinant bos, ceH comprising the nucleic acid according to claim 22 

8 claim 23 reCOmbinW ""^ C ° mPriSi " g ~- — '« 

26. 
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An isolated polypeptide selected from the group consisting of 

a) a polypeptide comprising an amino acid sequence of any „„e of SEQ ID NOs; 5 

b) a polypeptide fragment or variant of a polypeptide comprising an amino acid 
sequence of any one of SEQ n> NOs: 5 or 6 and 
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27. An antibody directed against the isolated polypeptide according to claim 26 

28. The antibody according to claim 27, wherein the antibody comprises a 
detectable compound. 

29. A method of detecting a polypeptide, wherein the method comprises 
5 a) contacting the polypeptide with an antibody according to claim 28- and 

b) detecting an antigen/antibody complex formed between the polypeptide and the 
antibody. 

30. A diagnostic kit for detecting a polypeptide, wherein the kit comprises 
a) the antibody according to claim 28; and 

'0 b) a reagent allowing detection of an antigen/antibody compter formed between the 

polypeptide and the antibody. 

31 A pharmaceutical composition comprising the nucleic acid according to 
clarni 1 and a physiologically compatible excipient. 

32. A pharmaceutical composition comprising the recombinant vector according 
to claim 23 and a physiologically compatible excipient. 

33. Use of a recombinant vector according to claim 18 for the manufacture of a 
- rcament for t he prevention and/or treatment of a subject affected by a dysfunction in 
the lipophilic subtance transport. 
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of SEO m no T r ABCA 1 2 polypeptide c„ mprising an anr.no aeid ^nence 

of SEQ m NOt 5 or 6 for me manufactete of a medicament intended for the prevention 

<_ of a S „bJ« affected by a dysfunction in tbe lip „ philic subt _ amspm 
ot y a pat , located 0 „ ^ chromosQme iocus ^ ^ ^ ^ 

teh,byo s ,s, tbe polymorphic congenitaI ^ Qr ^ ^ 

amino H A PhaimaCe, " iCal '"^'^ a polypeptide comprising an 

ammo acid sequence of any one of SFO m Mn. < ^ 

excipient " SEQ ID N ° S: 5 ° r 6 > ^ a Physiologically compatible 



excipient 
36. 
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one of SEQ ^ ^ » — — - any 

treatment of H' 8 " "*" ta ^ diM f °' * e »»«— or 

a Tat * fFOm 2 dyStaC,i ° n " «*— — - of 

a mcogy , ocate d on me chromosome |ocus 2qJ4 such ^ 

tch.byo sls , , he polymon , hic congMita , ^ of hs 
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37. Use of a recombinant host cell expressing an ABCA12 polypeptide 
compnsxng an amino acid sequence of any one of SEQ ID NOs: 5 or 6, for screening an 
active ingredient for the prevention or treatment of a disease resulting from a dysfunction 
in the lipophilic subtance transport. 
* 38. A method of serving . compollnd actiye „„ ^ rf 

substance, an agonist, or an antagonist of ABC AI 2 po.ypepudes, wherein the metllo d 
comprises 

a) preparing a membrane vesiole oomprising ABCA12 poiypeptide having SEQ ID 
NOs: 4 or 5 and a lipid substrate comprising a detectable marker 

' 00™^^ VeSiCfe ° btained "* ^ ™ ith ^ aS ° niSt « -** 

c) quautauvely and/or quantitatively measuring a reiease of the iipid substrate 
comprising the detectable marker; and 

d) comparing the release of ft. U p id 8nbstolte 

m_», f „, ease of a JaWed ^ subs(ra|e ^ a m5mtene vesicle ma, has no, 
been previous,, mcubated wi,h me agonis, or an,ago„is, candidate compound. 

39 A memod of screening an agonis, or an antagonist of ABCA12 
polypepttdes, wherein the memod comprises 

a) incubating a cell that expresses at least a ARr»n„i .-^ . 
Nn«a„< . at teast a ABCA12 polypeptide having SEQ ID 

NOs. 4 or 5 with an anion labeled with a detectable marker 

into m b> r hi " g * e ^ *" S) * reby eXCMS ,ab * d — *• - « P~ 
into the cell is removed; ^udiea 

O incubating me eel! obtained in step b) with an agonis, or antagonist candidate 
compound for the ABCA12 polypeptide; candidate 
d) measuring efn„ x of the labeIed mion ftom ^ ^ ^ 

.abe,eo e a„i 0mParinS f ^ ^ -*» ° f ° 

Mbeled an on measured wim a ce„ ma, has no, been previously incubated with the agonis, 
or antagonist candidate compound. 

40. An implant comprising the recombinant host cell according to claim 24. 
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